Since the publication of the above paper the authors have realised that they had omitted an important reference published online in this journal while their own paper was undergoing the review process. In the paper by Abidi et al., the authors describe another case of a male patient with a non-mosaic deletion that encompassed the WDR45 gene. This reference supports the notion, also demonstrated in their paper, of the viability of non-mosaic males affected with either intragenic mutations or whole-gene deletions affecting the WDR45 gene. The reference is listed below: Abidi A, Mignon-Ravix C, Cacciagli P, Girard N, Milh M, Villard L: Early-onset epileptic encephalopathy as the initial clinical presentation of WDR45 deletion in a male patient. Eur J Hum Genet; e-pub ahead of print 15 July Deficiency of Golgi mannosyl-oligosaccharide α1,2-mannosidase, MAN1B1 deficiency, MAN1B1-CDG.
2. OMIM# of the Disease: 614202.
3. Name of the Analysed Genes or DNA/Chromosome Segments: MAN1B1.
OMIM# of the Gene(s):
604346.
Review of the analytical and clinical validity as well as of the clinical utility of DNA-based testing for mutations in MAN1B1 in diagnostic, predictive and prenatal settings, and for risk assessment in relatives.
This is the abstract of a paper that is published in full online at www. Biotinidase deficiency (late-onset multiple carboxylase deficiency; lateonset biotin-responsive multiple carboxylase deficiency; juvenile-onset multiple carboxylase deficiency; BTD deficiency)
